362

WARLSSEESEAGE 2024 4R £330 % fE4 )

FVERIR 2 LG 1 2 iR 4 & S SCk 0] B

AR HRAR AFH RE AR
'EHBARERASA A E R 432500

P A K F R B S R R E B A A B R AR R 16 R E AT s s b

#A KX 430030

TP AR F R G B R R R A E R ERAE 1Ak KL 430030

KPR FHFRIGEEME; KR FE; Rk AR

FESES R588 XEFRIRFE A DOI

FIRZLEAAE (Kallmann syndrome , KS ) J& A7 552 D8R 2
BRI PR A M AT ARE A R B R P P R D BB VR A (idliopathic hy-
pogonadotropic hypogonadism,ITHH) , {ZJRE J&—Fh 2 WL 11 3515
RSN, BPERRTHLIN 1:8 000, L PERHFHLIH 1:40000"

A SC Il B 43 A A v R DR A [ 5 B 2 e I [) 5 =
B 4TI RE 2021 AEICIE Y 1 B8 ME KS B3 i IG IR BTk, 45
B PRI R RE 12 W B 97 T3 1, DA 85 I PR B Uil
Xof I AR TA T

BEHM,36 5, W9 _MHIERE AR 23 487 A,
BREHEIAE WENMAERK INVEHEBLET AR, A
WL i 553 , A AT ) B i R vk OBk o RRSE T M4 B AT O
IR 1 BAL A AT o B T 2 b R B AT P DA DG A A R e
ARG BN 46, XY, g AL AL, G (@ PR 548 oK WL
W 4T RO REITE, R REA LK EELL
GIZETCW a4, R rh R RIS R, ok, 24K
Ho WRAEMfE, TR . SN AR A X s el = B3t
Fok o BN RS , BIAF s BB 4 o

ABEIARE A A 7R B 5 175 em, JA T 70 kg, (K BT 40 (body
mass index, BMI) =22.86kg/m*, 0> Jifi JE TR . M4l
J, Wk 250N B A, T R , BB AR B ( Tanner 431 :
P2 1) o FI2EK/N (K2 3 cm) , U2 AL IR AR/ ( Tanner 53
WGl 1) o MUE IR B TR RS B

R A M BRAGE 5 BRI T B8 1407 1E 3 5 AR R
RE R R R B M e R VR - A R R -
TR AR AR DL R o PRI SR 36 R AR B Y384
Z (FSH)O0. 89 mIU/mL( 1F ¥ 5 1.27 ~19.26 mIU/mL) g &%
P22 (LH)0. 07 mIU/mlL ( iF 2% 35 [ 1. 24 ~ 8. 62 mIU/mL) .
Z2 0. 50 nmol/L( IE# & 1.75 ~7. 81 nmol/L) , Y& T 1F
WL, AR IR IET

HR A B PRI R KT, BB AR D Re R o 4k %t 3
HEAT PR BRI AR (GnRH ) 2473 1088 - K V5 3R
bk 100pg, F14:4F 0,30 60,120 min 43 51HL 2 mL # ki, 1
I FSH (LH 7K 458 38 LH 430 ey W AE SRS bk T
J& 60 min, HAR T 8 IU/L, W3R 1, 38R PERR SR /5 30, i0i2 e

10. 11768/ nkjwzzzz20240419

HH,
%1 GnRH X4 % (mIU/mL)
AR Omin 30min 60min 120min
LH 0.60 1.86 2.49 2.25
FSH 0.99 3.81 5.08 6.67

SEALRZ B R S SEAUA TR /N, A0 1. 38 em x 0. 96 em
x0.64 cm, ZEfI] 1.24 ¢cm x0.76 ecm x 0. 67 cm, ZE Wi 147 1
NI SR AR TR LR MR (MRL) + 7 M P 0 v
JINAL % ( perfusion weighted imaging,, PWI) 7 JIff I 44 72 il B]
BE/IN R RA g AL IR AR, DLIET 1A IRER MRT 755 3
MSER A WL A 2, LI 1B,

1 AZEfk MRI+PWI H(F 3k mEERAE MM E) ;B Rk MRI B
(FFkm skt k)

ST BARRIS T, R A B SR 5T 3 I A, 25 R Won R
TEYfa A chrl6:4828138 %R 1 A2y & 275 SEPT12, c. 824T
> G, RPN MG T4 B AR-10, WL 2A; R QL A {4 chrl
180235684 ¥ 1 kb2 & 2878 LHX4 , c. 406G > A, I P
HEE AT R R ZE 4 B, WK 2B, 3X 2 Ab LA S
W R R e R Mg A . — R B AR AL SEPTI2
SR B LHX4 SRR Y fr e e S G 848, WL 2C. D, LBk
FEREpEA UL 2K F,

ABIEE N B, BERE RS HIERE AR, AR
FEERAE . SN KA kBB L2l UK T < 3. 47 nmol/L, H.
LH 7l FSH 7KSAIG ; b Fi i g6 # 60 min LH < 8 TU/L, 3
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YL R T V4% (autosomal dominant, AD) |

YL R FEPE 15 1% (autosomal recessive, AR)
A b S R A BVl 2 [ — Fh st A% 7

UL ATREAFTEA ] e PR B

KALL £ HJ& 1991 4Ef Legouis fiels] o
IS 1 A fek WL KS BUR R, UL X i#
iR AL o 32, H R LS B 1T o

o ZEERAE 14 AN, Gk 680 4~

8 R TR 5% 5 1) 41 i A1 5 2R - anosmin-1
PR PR R4 o 2 i 2 1) A A AR )
LA AR U RE T . KALL BRI 5

F anosmin-1 Z [HLA 50 GnRH #2241 iy
RS KRER IR A TE . GnRH 4 22 41 fig
B 1Ak GoRH 43306 R JE , 5 BRI 1 R

R ENR I REIRIR 5 [7] I WLER | WU 53 A

BB, 5 R R aa gk
%7 KAL1 3&[H 4, FGFR1 ,PROKR2 #I
PROK2 FH 23 A WA BOR R . FG-

FR1 Bl KAL2, & 2003 4Ff Dodé 2507 438 11
5 KS M F A, DL g ek B Ae A
T, ZHEFAE 18 NN T, g% A 822 A4

ARG HE Y FGFRI & 1. FCGFRIE FI1E

B2 HEEAME(A EEK chrl6:4828138 H 74 4 4 %% ;B 4 & 1K chrl 1180235684
FLAEAC Rk chrl6.4828138 7 22 4 4 ;D B4 4k chrl ;180235684 % 7 22 4
%4 i E 2o ff chrl6:4828138 % B 4 B F %€ & chrl : 180235684 % 5 4 &)

(AR > 12 % FLE IR IS = 18 %, BLER MRI i
S MR BRI B A, BE KR T R B AEAE LHX4 R &%
SEPTI2 JEH 28 5 5748 o [ f 63 FOAR IR D E i ' L it Bz
B R BT AR I FLERIE R, AT RS I i
A I REIRIR . HUBRFZW KS,

AR CEEATE, Har FEMREAE R, 697 U
RBEARG T E ., 8T BE NGB IR 3 (HCG) 2kU
WP, B8 3 K A A 2R M I R (HMG ) 75 TU
URTEST, B8 3 e, BA3 ADA M LA, 3 AR, S
PRFRRE G A (A 1. 40 em x 0. 98 cm x 0. 70 cm, ZE4l] 1. 50 ¢cm

x0.78 cm x0.70 em) . L AL AMTH B L, a4
TEIEHR, AR R A o A 8 35 B2 I (R A X B e, 7R
YT I, S SO A T i — 2D B TS

e KS A EMALHIMA TG . B ETA Y HE R
e 525 GaRH MLk H GLF M MER A H AR G Y (]
AERA R e S Nk, TR A 20 KRR LN 5
KS A7 MR DR B AR AF W3 2 A I 172 % R4k
BT RSO L R S — R R e, ot
B FTE 3 fr X Ei R % ( X-linked recessive) |

WLER 1 TE B B GnRH M2 7T 19 K A ST 7%
W T EAE A, FGFRI 3 PR 28 A5 [ £ 7T
S GnRH o 28 40 I 3T B i bia 0 LB 2
KA, PROKR2 JE P il PROK2 3 [ 2
2006 4F i Dode %5 K BLAY 5 KS MK %
ASFEIR 3 2 /3 [ T R [ A 2 5 0 i PR B b 388 4 A WL
PR/ IR X, PROKR2 JE PR A1 75 2 A4 -, 4 b
384 MEILRFR LI G I 2 A& 1. PROK2 JE[N
f A ANHNRT AR — R 129 AR IERR SR LA 4 I 2
Fo X 2 DIEFHR S GnRH B2 70 % & Hl GnRH B 56
SRR IR T, LR ELER ISR PR 2 C A I ) 1T RS A

W I i 8 4038 1) 22 AN JE PR 985 31 45, Semple 45" Fifl
AT A A T0% PR D 2 AR 037 5 o 3K AR IR 1A L T
CWHETERAE , 2 IBOR LA fr ik — R R . AOIEH
FEPR IR LHX4 JE[H K SEPTI2 JEH Z¢ 45598745 . LHX4 J&
LIM 5%, Foam g ameih & a5 AR G s R i ast ™ o T
Y GH PRL FSHB }% TSHB R B FiA, SEPTI2 5k T4
R A 5 H AT I e S THH KRR & B G
EEF NN L KS IR R TT 5 LHX4 JE %,
LR B RAE KS B i % N 57

S8 2015 AF R S ARG A1 P a5 22 P e o R Dol
RESIAE KAL) K 2009 4F i Dode 1 2 H I KS [ 3
DRRGI S I | 252 B2 T T KS 9IS Wi i, LI 3.
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xR ANOSI1 (KALL) CHD7 DUSP6 FEZF1 FGFR1 FGF8 FGF17
FEMIEE Xp22.31 8ql2.2 12q21.33 131.32 8pll1.23 10q24. 32 8p21.3
FAE T X, X-linked AD/AR/Oligo N/A AR AD/AR/Oligo Oligo Oligo
P&l KS KS,nIHH KS KS KS,nIHH KS,nIHH KS,nIHH

gR2

xR FLRT3 GLCE HS6ST1 IL17RD NSMF (NELF) PLXNALI PROK2
FEHREE 20p12. 1 15¢23 2ql14.3 3pl4.3 9¢34.3 3q21.3 3pl3
H AT X N/A N/A N/A Oligo Oligo N/A AR/AD/Oligo
A A KS,nIHH KS,nIHH KS,nIHH KS KS,nIHH KS, nIHH KS,nIHH

£ W)

P3| PROKR2 SEMA3A SEMA3E SEMA7A SOX10 SPRY4 TUBB3 WDR11
PR 20p12.3 7q21.11 7q21.11 15¢24.1 22q13.1 5¢31.3 16¢q24.3 10¢26. 12
H AR X, AR/AD/Oligo ~ N/A Oligo Oligo AD N/A N/A N/A
F &l KS,nIHH KS KS,nIlHH KS,nIHH KS KS,nIHH KS KS,nIlHH

72 : ANOSI (KALL) A M3h & & 1;CHD7 4 3 & Jf f##% & DNA

£ 6% 7;DUSP6 g SUH S+ B8 B 6, FEZF1 A Fez k4 45

&8 1;FGFRI A e detmie £ K B F 24k 1;FGF8 A ¢f detm e £ KB -F 8;FCF17 A M4 desmpe £ KB F 17;FLRT3 A5
FRBIBIEE G 3;GLCE A &) & 45 BBt £ &) 5+ Hy B ; HS6ST1 4 #LEk AT & 6-0-#8 K 4 45 8% 1;ILITRD A G 4~& 17 %4k D;
NSMF(NELF) % NMDA & /K & fik 4512 5 Fo b 22 70, i£ 4 B F ; PLXNAL #4622 M % A1;PROK2 A 373 A & @ 2;nlHH A4 5
O AR R F b B o AR R GR 9 5 Oligo A R AL B SR L W45 N/A h R4 2 ;PROKR2 A 4T3 A & & 4k
2;SEMA3A 415 2 & ¢ 3A;SEMA3E 445 %% & 3E;SEMATA A /%8 & TA;SOX10 M5 4 2 & B 10;SPRY4 A ik X F
A KH-TFEREES4;TUBB3 4 I & B % & & ;WDRIL A WD £ 4 49 % ¢ 11
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ST, PR R BR B b 2 g I R AR, SR 5 — HRAE O3k 18

HEFRE ., BRTEEALT 3 Mgy 5% OEEEERE

97 B THEE S RIEYT S T AR TR,

[E1E805 2B S RN 12 = I 5 = 1 N O T o 1R = - 1] 1]

HRHAS (DR R HE R E AT, @QHCG/HMG B4

VBT :HCG WREHL LH X 52 30 R] 57 40 i ™ A6 0 8rE H 42 it

EI ISR s HMG &4 FSH A LH A4, %t g 8h A2 i 2

IR IR F A . ZRERITEHTAEAE

TR EBE R EH BILE T WO T4, IKE A F fig

J1. @GnRH ik th Z 167 : GnRH Jik vh 8 B i FRAE I A7 &

-0 - R A A LR 7 ks

37 7 B R LR AR GoRH 2SI ik op =i A B2 T, B

ok oA 2 R A AT AR T Y, S8 4T GoRH B Jik g

AR AR RE SR AR . B

GnRH ik o2 i 25 25 75 B BB R YT RN PR 22 . Bl

R A FLE W2 HOR AW #E 25, ATTXF KS Bow

FER BB E 36 1 2 B AT T A L &2 AL, S A

T IPRER I 8 B
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